Supplementary Material
Supplementary Figure 1 Mean sequencing depth and depth distribution in target regions of the proband and her patients SureSelect Human All ExonV5 Kit (Agilent) was used for exome capture and IlluminaHiseq 2500 platform (San Diego, CA) for sequencing of the genomic DNA of theproband and her parents. Raw data of the proband is 5.37G. While for her father and mother, the raw data are 9.52G and 11.43G, respectively. Mean sequencing depth and proportion of covered bases of each chromosome of the proband (A), the distribution of per-base sequencing depth and cumulative depthdistribution in target regions for gDNA sample of the proband (B). P776L variant in the DYNC1H1 gene has not been published to our knowledge but was observed as a de novo occurrence in this pair of twins whose phenotype matches SMA-LED described for this gene.
Supplementary
Multiple lines of computational evidence predict this variant is probably damaging to the protein structure, function, or protein-protein interaction. The p. P776L variant is a conservative amino acid substitution, which occurs at a position that is conserved across species. In addition, the predictions of in silico analysis tools providing a higher probability that this variant identified in our study would be pathogenic. Many missense pathogenic variants in nearby residues in the DYNC1H1 gene have been reported in association with SMA-LED, supporting the functional importance of this region of protein.
p. P776L is therefore interpreted to be likely pathogenic for SMA-LED and act in a dominant manner. 

